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[ Abstract |

Objective To perform prenatal molecular diagnosis on a fetus at high risk for 21-hydroxylyase deficiency. Meth-

ods Genomic DNA was extracted from peripheral blood of proband and the parents. The coding region of CYP21 A2 gene was amplified

in segments by polymerase chain reaction( PCR) to confirm the genotype of proband and the parents. Paternity test was applied to ex-
clude the possibility of maternal genomic DNA contamination. After confirming the mutation of the proband, PCR amplification of
CYP21A2 gene was carried out by using fetal DNA and the PCR products were sequenced directly. Results The sequencing results
showed that a homozygous mutation of IVS2-13A > G was detected in the CYP21A2 gene of the proband and the parents were the
210HD carriers. By comparing short tandem repeat( STR) sites, contamination of maternal genomic DNA was not found in fetal DNA.
IVS2-13A > G mutation was found in one allele of the fetus by direct sequencing and he was judged as a 210HD carrier. The detection
results of amniotic fluid cell( AFC) before and after culture were identical. The fetus was healthy after birth, consistent with the result of

the prenatal molecular diagnosis. Conclusion A method for molecular prenatal diagnosis of 210HD was established and successfully

applied to the prenatal diagnosis of a fetus at high risk for 21-hydroxylyase deficiency.
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